Clinical Findings. The patient was first seen by one of us (C.J.D.) on May II, i964, at I4 months of age. The child was the fourth of young parents, the 3 older children being clinically normal. The sex at birth was thought to be male, but doubts were soon expressed, and, though registered in the male sex, the child was brought up as a girl. A buccal smear taken shortly after birth was chromatin positive, and a provisional diagnosis of the adrenogenital syndrome was made only to be excluded by the finding of a I7-ketosteroid excretion of o-2 mg. in 24 hours. Shortly afterwards an injection of contrast medium into an apparent urethra outlined a vagina, a uterus, and one tube. Further investigation was clearly indicated.
were observed in a hermaphrodite described by Fraccaro, Taylor, Bodian, and Newns (I962) and 2 cell lines, 44 + XX and 44 + XXY, in that described by Turpin, Lejeune, and Breton (I962).
Blank et al. (1964) described a presumptive 44 + XX/44 + XXYY mosaic.
A 44 + XY/44 + XO mosaic in which there is some histological support for the diagnosis of hermaphroditism has been described by Hirschhorn, Decker, and Cooper (I960) .
Case Report
We describe here a case of a hermaphrodite with presumptive 44 + XX + fragment/44 + XO chromosome mosaicism.
Clinical Findings. The patient was first seen by one of us (C.J.D.) on May II, i964, at I4 months of age. The child was the fourth of young parents, the 3 older children being clinically normal. The sex at birth was thought to be male, but doubts were soon expressed, and, though registered in the male sex, the child was brought up as a girl. A buccal smear taken shortly after birth was chromatin positive, and a provisional diagnosis of the adrenogenital syndrome was made only to be excluded by the finding of a I7-ketosteroid excretion of o-2 mg. in 24 hours. Shortly afterwards an injection of contrast medium into an apparent urethra outlined a vagina, a uterus, and one tube. Further investigation was clearly indicated.
Examination showed a pale, evidently female child. The external genitalia (Fig. i) Histological Examination of Gonads. A biopsy taken from the right gonad (Fig. 3) showed a typical ovarian stroma but only a few primordial follicles, far less than would normally be found in, a 15-month-old child. The whole picture was that of an immature embryonic ovary. Material from the left gonad (Fig. 4 The nature of the gonads in cases of hermaphroditism has seemed to us to be important only because the unwanted gonadal tissue requires to be removed to prevent later heterosexual manifestations. In the present case, at the time of the investigation, the testis appeared the more normal gonad, but we were not disposed to allow this to influence our choice as it seemed much less important than the other consideration mentioned above. The poor development of the ovary however makes it likely that oestrogen therapy will be desirable when the child approaches puberty; this cannot be considered a serious disadvantage.
We believe it important in this kind of case to remove all external evidence of maleness so that nothing shall interfere with the parents' view of their child as being completely normal. Accordingly the testis was removed and the clitoris reduced in size. It was then apparent that the vaginal -MG3 narrowing was greater than could properly be dealt with by a plastic enlargement at that time and it is intended to review this aspect of the case when the child is much older.
The appearance of the ovary, both macroscopic and microscopic, was most interesting. Macroscopically this gland resembled the 'streak' gonads found at operation in 44 + XO patients of Turner's syndrome but had more substance to it. Histological examination showed the presence of far fewer primary follicles than are normally found in young children.
Although ovarian follicles are not seen in the streak gonads of Turner's syndrome, it must be remembered that the gonads of these patients are not examined until after the normal age of puberty. It might be suggested that follicles may have been present at an earlier age. If indeed this is the case, then poor ovarian development in our patient may be referred to the presence of the 44 + XO cell line. Alternatively the ova in our patient may be related to the presence of the 44 + XX + fragment cell line.
The precise nature of the chromosome fragment here cannot be determined. It is tempting to consider it a fragment of a Y and to relate the testicular tissue to the 44 + XX + fragment (? Y) cell line.
